Supplementary Figure 1. Clinical features of the ADVIRC patient Proband II-2 (A)
OPTOS widefield fundus autofluorescence images of the right eye demonstrating the bilateral features of ADVIRC. Black arrows highlight the nasal area of increased autofluorescence signifying RPE cell loss, the white arrow indicates the optic nerve and the red circle indicates the macula area (The subjects eyelashes are observed in the lower portion of the image). Spectral domain optical coherence tomography of the left eye, sections of the (B) superior macula and (C) macula indicate preservation of the retinal structure including the photoreceptor cell layers. The foveal pit is indicated by the red arrow. White and black arrows indicate the sampling line of the superior macula and macula region respectively (D) Nidek microperimetry of the left eye reveals mild loss of function across the central macula (black arrow) and more profoundly in the superior macula (white arrow). Visual sensory outcomes are graded on an attenuation scale of 0 dB (red -lowest sensitivity) to 20 dB (green -highest sensitivity). Figure 6 . Subceullular fractionation assay blots (A) RPE cultures used for the subcellular fractionation assay (B) Individual blots examining BEST1, Na+/K+ ATPase and CRALBP in iPSC--RPE plasma membrane and cytosol fractions.
